Sir,
McCune-Albright syndrome (MAS) is a rare heterogeneous genetic disorder caused by sporadic, postzygotic mutation. It is clinically characterized by a triad of Pigmentation (café-au-lait macule), polyostotic/monostotic fibrous dysplasia (FD) and precocious puberty (PP). [1, 2] A full presentation is rare, and it is more common in females [3] [4] [5] who present with vaginal bleeding or spotting, accompanied by the development of breast tissue. We report a case of café-au-lait macule with craniofacial deformity in a male associated with PP.
A 3-year-old boy was brought to the skin clinic for abnormal appearance and skin changes by his mother. Examination revealed a diffuse pigmented skin lesion over the entire right side of the body, which was present since birth, facial asymmetry and megalophallus, with scrotal enlargement. There was no history of fluid-filled or verrucous lesions at the time of birth, or any bony swelling, history of fractures, epilepsy, delay in milestones, or any history suggestive of visual/hearing abnormalities. Dermatological examination revealed a large café-au-lait macule [ Figure 1 ] with irregular margin seen predominantly on the right side of the body. The hair, nail, mucosa, teeth, palms, and soles were normal. Histopathological examination revealed an intact basal cell layer, with increased melanin pigment, there was no pigment incontinence or melanophages in the upper dermis [ Figure 2 ]. Other investigations such as bone X-rays were normal, hormonal profile revealed a mild elevation in testosterone levels 22 ng/dl (Normal: 7-20 ng/dl), other hormones such as thyroid-stimulating hormone, growth hormone, adrenocorticotropic hormone, serum cortisol were within the normal range.
McCune-Albright syndrome is a rare genetic disease with an estimated prevalence range between 1/100,000 and 1/1,000,000. The pathogenesis involves somatic activating mutation of the gene encoding the alpha subunit of the stimulatory G protein in the bone marrow cells, resulting in locally increased stimulatory activity of adenylyl cyclase and cAMP. [6, 7] The associated endocrinopathies and skin hyperpigmentation are due to this phenomenon.
McCune-Albright syndrome is most commonly confused with neurofibromatosis (NF), especially when a child presents with large café-au-lait macules (CALMs). CALMs in MAS have jagged borders (coast of Maine), whereas those in NF are smooth (coast of California). In NF multiple
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This is an open access article distributed under the terms of the Creative Commons Attribution-NonCommercial-ShareAlike 3.0 License, which allows others to remix, tweak, and build upon the work non-commercially, as long as the author is credited and the new creations are licensed under the identical terms. stages in IP namely, vesiculobullous, verrucous, linear hyperpigmented and atrophic lesions were not present in our case. Linear and whorled nevoid hypermelanosis which is characterized by streaky, hyperpigmented macules along the lines of Blaschko could also be considered as a differential, but the presence of facial asymmetry and megalophallus makes this diagnosis unlikely.
Our patient demonstrates a rare clinical association of PP (megalophallus) with café-au-lait macule in a male, because though it might theoretically be expected to affect girls and boys equally, PP in children with MAS is far more common in girls, in whom it is typically both the presenting feature as well as the one that ultimately leads to the diagnosis. CALMS, axillary freckling, Lisch nodules on the iris and macromelanosomes in the melanocytes and keratinocytes of the pigmented and normal skin are present. In MAS, the signs and symptoms of either PP or FD usually account for the initial presentation. In girls with PP, it is vaginal bleeding or spotting, accompanied by the development of breast tissue, usually without the development of pubic hair. In boys, it can be bilateral (or unilateral) testicular enlargement with penile enlargement, scrotal rugae, body odor, pubic and axillary hair, and precocious sexual behavior. Incontinentia pigmenti is also another differential diagnosis for our case, but the histopathological examination reveals no basal cell degeneration or no melanophages in the upper dermis, also the skin lesion usually manifests as four cutaneous CD1a and S100 [ Figure 4a and b]. A final diagnosis of BCH was made with clinical, histopathological and immunohistological correlation.
Benign cephalic histiocytosis was first described by Gianotti, Caputo, and Ermacora in 1971. There have been 56 cases of BCH reported in literature so far. A slight male preponderance (1.67:1) has been seen and in 50% of cases lesions start developing by 6 months of age. [1, 2] BCH typically presents as yellow to red-brown papules of 2-8 mm size located on the head, neck, and shoulders. Lesions may subsequently spread to involve trunk arms and legs, but spares the palms, soles, mucosa, eyes, and internal organs. Though single case reports of diabetes insipidus and insulin-dependent diabetes mellitus associated with BCH have been reported, systemic involvement is not usually seen. [3, 4] Histological examination shows circumscribed histiocytic infiltrate in the upper dermis, but foamy cells and touton giant cells are usually absent. Comma-shaped or worm-like bodies are seen in 5-30% of histiocytes on electron microscopy, but birbeck granules are absent in BCH. [5] Immunohistologically the lesional cells are positively for CD68, factor XIIIa, and fascin and negative for CD1a, S100, and langerin. BCH must be differentiated from histiocytic disorders like juvenile xanthogranuloma, GEH, LCH, and non histiocytic disorders like mastocytosis, plane warts, syringoma, and spitz nevi. Lesions of BCH spontaneously regress in an average of 50 months and may sometimes leave behind hyperpigmented macules or atrophic scars. No treatment is required and the benign nature of BCH should be explained to the parents of the child.
Sir, Benign cephalic histiocytosis (BCH) is a rare, benign, nonlangerhan cell histiocytosis (LCH) seen in infants and young children. It presents as a self-healing eruption of red-brown papules on head and neck initially and lesions may subsequently spread to involve trunk, arms, and legs. Histological finding of CD68 and factor XIIIa positive histiocytes in the dermis helps to confirm the diagnosis. [1] An 18-month-old boy presented with multiple discrete brown papules and macules distributed over the cheeks, ears, chin, and bilateral upper arms [ Figure 1a and b]. Few hyperpigmented macules were seen over the trunk, bilateral forearms, and thighs. Lesions first appeared on the cheeks when the child was 6 months of age and spread gradually to involve other areas. There was no associated history of bone pain, increased urination or other systemic complaints. Mucosa, palms, and soles were spared and Darier's sign was negative. There was no hepatosplenomegaly and lymphadenopathy. Skeletal, neurodevelopmental, and ophthalmological examination were normal. Routine blood investigations including serum lipid profile and urine analysis were normal. We considered the differential diagnosis of BCH, generalized eruptive histiocytosis (GEH), juvenile xanthogranuloma, mastocytosis, and langerhan cell histiocytosis. Histological examination showed unremarkable epidermis and superficial dermis showed perivascular histiocytic infiltrate without epidermotrophism. Foamy cells and giant cells were not seen [ Figure 2 ]. In the immunohistochemistry analysis, the cells stained positive for CD68, [ This is an open access article distributed under the terms of the Creative Commons Attribution-NonCommercial-ShareAlike 3.0 License, which allows others to remix, tweak, and build upon the work non-commercially, as long as the author is credited and the new creations are licensed under the identical terms.
